Many cases of a supernumerary small metacentric chromosome have been reported in the literature, but their diagnosis has rarely been made during the perinatal period. In this paper we report a case of i(18p) diagnosed at birth, and clinical development up to the present age of 12 months is described.
Case report
The proposita was a female born at 39 weeks' gestation by caesarian section because of breech presentation after an uneventful pregnancy. The mother, gravida 1, had diabetes B, and both she and the father were 35 years old at the time the child was born. The parents were not related. The proposita, whose birthweight was 2500 g (< 3rd centile), had no perinatal problems: cardiotocography and Apgar score were normal. The physical examination showed low set ears, micrognathia, prominent occiput, epicanthic folds, triangular mouth, and hypertonia of the limbs with opisthotonos ( Fig. 1) . Because of the neurological findings, instructions for care were given to the mother when the child was discharged. At one month old she was sent to a physiotherapy centre. At three months, she had vomiting and eczema due to cow's milk allergy associated with IgA deficiency, and therefore dietetic therapy was introduced. In spite of the physiotherapy and stimulation, the psychomotor development, periodically controlled, deteriorated with persistence of hypertonia and spasticity.
Electroencephalogram, examination of the fundus oculi, audiometry, urine and blood aminoacid levels, serum IgM and IgG, urinary mucopolysaccharides, skeleton x-ray, and urography were all normal.
The more significant clinical data are summarised in the Table. CYTOGENETIC FINDINGS Chromosome investigations were performed in the first week of life on stimulated peripheral lymphocytes, and the metaphases thus obtained were analysed according to our standard method: the This finding was present in all of more than a hundred metaphases examined. The marker did not show secondary constriction or satellites and was never involved in acrocentric associations. The partial karyotype (Fig. 2a) shows the morphological aspect. Since Q-banding (Fig. 2b) did not produce decisive evidence either, we used the technique of R-banding by BUdR using acridine orange (RBA) analysing prometaphases particularly. The unwinding, resulting from both the stage of the chromosomes and from the effect of the BUdR made a distinct pattern evident in the extra chromosome ( Fig. 2c ), supporting its identification as that of i(18p).
In order to discard with certainty the possibility that the marker was an isochromosome for the short arms of acrocentrics, or a remnant of Robertsonian translocation, we used:
(1) The Ag-As technique (Bloom and Goodpasture, 1976) , which is specific for the NOR (Ferraro et al., 1977) (Fig. 3a) . Since it is very rare to find all the acrocentrics Ag-stained in the same metaphase, we analysed more than 50 metaphases from 4 different slides to be sure of the conclusions. (Fig. 3b) . We used this technique because most additional small metacentric chromosomes are thought by some authors to be isochromosomes for the 15p. (3) The Giemsa-11 technique (Bobrow et al., 1972) , which stains, besides the 9qh, ' the short arms and sometimes the satellites of all D and G group chromosomes' (Fig. 3c) . The marker was not stained by any of these techniques. The karyotype of both parents was normal.
DERMATOGLYPHS
All digital patterns were ulnar loops, except for radial loops on both the 2nd digits and a whorl on the left 4th digit. A bilateral simian crease was present and an additional flexion fold in the right 2nd digit was found between the two interphalangeal ones.
Discussion
The cases of a supernumerary small metacentric chromosome described before the introduction of The presence of serious psychomotor retardation and the persistence of hypertonia with signs of spasticity, accompanied by a normal electroencephalogram are the clinical data most in accordance with the data reported in other reports; these features persisted in spite of immediate treatment (stimulation and physiotherapy).
As regards the immunological data, at 6 months we found low serum IgA and normal serum IgAproducing lymphocytes. This finding pointed towards a temporary immunological deficiency, which was confirmed by complete return to normal at 12 months. The evaluation of the cellular immunity showed a slight defect (50% of E-Rosette-forming cells) at 6 months, which also became normal by 12 months. Ogata et al. (1977) reported low IgA at 6 months in a similar case. In the published reports we found no other references to immunological development in cases ofi(l8p 
